Investigation of a Case of Von Gierke's Disease H. T. FAWNS (THE ROYAL INFIRMARY, WORCESTER)
Glycogen storage disease was first described by Von Gierke in 1929. Because of an absence of glucose-6-phosphatase on the degradation path, glycogen cannot be mobilised to glucose although its synthesis can continue unimpaired. This accounts for the heavy deposition of glycogen seen histologically in the liver of children suffering from this inborn error of metabolism, and also for the marked hepatomegaly, not attributable to other causes, with which they present. Blood glycogen is raised and recent work states that the blood level of glucose-6-phosphate is also elevated. Patients also show a low fasting blood sugar, a low or absent response to adrenaline injection, raised blood cholesterol and the urine often contains acetone in absence of sugar.
We studied a boy of 21 years, originally admitted for meningococcal meningitis and jaundice. His liver was palpable three finger breadths below the costal margin and he was subsequently readmitted to investigate this. Liver biopsy suggested glycogen storage disease and the subsequent biochemical findings were:
Blood glycogen: 45 mg. per 100 ml. (normal 1-16) ;
Blood glucose-6-phosphate: 51 mg. per 100 g. packed cells (We failed to detect any in two control bloods).
Fasting blood sugar: 45 mg. per 100 ml.
Adrenaline tolerance test: Incremental rise after adrenaline was only 29 mg. per 100 ml. (normal 30-45).
Blood cholesterol: 420 mg. per 100 ml.
Urine contained acetone but no sugar.
Liver function tests showed little abnormality except that SGOT was 118 Sigma Frankel units.
Apart from the original hepato-renal type of the condition, a further type has been described in which glycogen deposition occurs mainly in skeletal and cardiac muscle. It is tentatively suggested that a raised serum transaminase might be useful for differentiating the hepato-renal form from this latter condition.
NORTH WEST REGION
Overall recovery of oestriol added to hydrolysed urine ranges from 59-70 per cent and duplicate analyses give good agreement In order to satisfy a need for routine serial and Ciocalteau's reagent and exposed to estimations of urinary oestriol during mid-late ammonia vapour for five minutes in order to pregnancy, paper chromatography has been locate the oestriol spot. Corresponding secapplied to the technique of Brown (1955) in tions of the test lanes are cut out and eluted order to eliminate the need for methylation with methanol in an apparatus similar to that and column chromatography.
described by Zander and Simmer (1954) . The eluate is evaporated to dryness and extracted with benzene to eliminate the paper blank (Short, 1959) . The benzene is then evaporated off and the residue subject to a Kober reaction.
Lanes containing oestriol markers are cut out of the chromatogram, sprayed with Folin
The aqueous oestriol solution obtained after the benzene-light petroleum/water partition is extracted with ether and an aliquot applied to Whatman 541 paper which has previously been washed with methanol for 48 hours. After equilibation for two hours in a descending chromatography tank, prepared as for the Bush B 5 system (Bush, 1952) mobile phase is run into the trough and the system is allowed to over run.
